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We performed the world®s first GWAS for pulmonary MAC disease and identified

a disease susceptibility SNP (rs109592) in the CHP2 gene region. Retention of risk alleles for
pulmonary MAC disease significantly reduced CHP2 expression in the lungs, and CHP2 regulates pH via
NHE expressed in epithelial cells, suggesting that airway epithelial cells may play an important
role in pulmonary MAC disease. Facilitated an international host genome study of pulmonary NTM
disease using 722 Korean (1722 controls) and 276 American (276 controls) patients with pulmonary MAC
disease to show that rs109592, located in the CHP2 region, is a risk for pulmonary MAC disease
across populations.
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